In 1987 Young and Simpson reported a child with hypothyroidism, congenital heart disease, severe mental retardation, and striking facial dysmorphism. Two subsequent reports have described patients sharing some of the features of their case, although in both there were enough discordant features to make it uncertain that the same entity was Clinical examination at 7 months showed micrognathia and a posterior cleft of the hard and soft palate, ending just behind the anterior alveolar ridge. The feet had a postural calcaneovalgus deformity. There was truncal hypotonia and dystonia, with stereotyped extension of the upper limbs (mainly right) accompanied by extreme forearm pronation. There were also persistent purposeless trunk and head movements with roving eyes but no nystagmus. The skull showed occipital and frontal prominence and large anterior (75 x 58 mm) and posterior fontanelles. The ears were low set, with prominent antihelices and malformed lobules (figure). The palpebral fissures were short (18 mm, <<3rd centile). There was a prominent nasal bridge, flattened nasal tip, and triangular 'carp shaped' mouth, with a prominent but short philtrum and a deep midline groove arising from the lower end of the nasal columella (figure). There was a single palmar crease on the left and bilateral single crease of the fifth fingers with clinodactyly.
Case report
The healthy, rubella immune mother, aged 21, smoked three cigarettes a day. A urinary tract infection at three months' gestation was treated with an unidentified antibiotic. Caesarean section was performed at 41 weeks for failure to progress in labour. Apgar scores were 2 at one minute, 4 at five minutes, and 6 at 10 minutes; the baby was hypotonic and required resuscitation. Birth weight was 4120 g (90th to 97th centile), length 53 cm (75th to 90th centile), and OFC 38 cm (97th centile). The father, aged 31, and mother are first cousins (through their father and mother respectively). The family is of Caucasian (Scottish/Irish) extraction.
Clinical examination at 7 months showed micrognathia and a posterior cleft of the hard and soft palate, ending just behind the anterior alveolar ridge. The feet had a postural calcaneovalgus deformity. There was truncal hypotonia and dystonia, with stereotyped extension of the upper limbs (mainly right) accompanied by extreme forearm pronation. There were also persistent purposeless trunk and head movements with roving eyes but no nystagmus. The skull showed occipital and frontal prominence and large anterior (75 x 58 mm) and posterior fontanelles. The ears were low set, with prominent antihelices and malformed lobules ( figure) . The 
